Germline gain-of-function mutation of STAT1 rescued by somatic mosaicism in immune dysregulation-polyendocrinopathy-enteropathy-X-linked-like disorder.
We report a case of immune dysregulation-polyendocrinopathy-enteropathy-X-linked-like-disorder with a somatic mosaicism which eliminates de novo STAT1 gain-of-function mutation in a proportion of T cells, and speculate that this contributes the autoimmunity in the patient.